SUMMARY A male child with tetra-amelia, hypotrichosis, upward slanting palpebral fissures, lack of lacrimal openings, hypoplastic lacrimal ducts and sacs opening towards the exterior, prominent and bulbous nose, large downturned mouth, high narrow palate, bilateral preauricular pits, sacral dimple, bilateral undescended testes, and developmental retardation is reported. The parents were second cousins. His karyotype on cultured blood lymphocytes was normal. Since the next fetus conceived by the mother was found on prenatal ultrasonography to have no limbs, abortion was induced. The face of the abortus closely resembled that of the proband. It is postulated that this malformation syndrome was due to the homozygous state of a rare autosomal recessive mutation.
Tetra-amelia is a very rare congenital anomaly' often found with associated abnormalities. However, we were unable to find reports of patients with constellations of features similar to those present in the patients described in this paper.
Case reports CASE 1
The proband was born on 3.2.85, the second child of healthy parents. The father was 35 years old and the mother 26. They were second cousins. The mother had had one induced abortion. The older sister was healthy. There was no family history of limb deficiencies.
Pregnancy was unremarkable and delivery at 39 weeks was spontaneous. At birth, the presentation was breech. The Apgar score was 9. Birth weight was 1864 g, height (crown to rump) 27-0 cm, and head circumference 35-0 cm. Since major malformations were present, he was referred to our outpatient clinic on the day of birth. On physical examination, the left upper limb and both lower limbs were completely absent, while a trace of the Received for publication 3 June 1986. Revised version accepted for publication 14 August 1986. right upper limb was recognisable (fig 1) . Hair on the head and eyebrows were completely absent and eyelashes were sparse. Palpebral fissures were upward slanting. There were no lacrimal openings and lacrimal ducts and sacs were hypoplastic, opening towards the exterior. The nose was prominent and bulbous, the mouth was big and downturned, and a high, narrow palate was present (fig 2) . There were preauricular pits on both sides, and an umbilical hernia and sacral dimple. There was no heart murmur. The external genitalia were that of a normal male with bilateral undescended testes.
X rays showed the right humerus to be about 3 cm long, but the bones of the left upper limb and both lower limbs were completely absent. The nadism, abnormality of tyrosine with or without tryptophane metabolism, and many other anomalies.9 In cases of Roberts syndrome and the cases reported by Freire-Maia, however, the degree of limb deficiency was milder than that in our cases and without the accompanying peculiar face. Moreover, a centromeric abnormality of the chromosomes, namely, puffing and splitting,'2 was absent in our cases.
The aetiology of most limb deficiencies in man is unknown, but a few of these conditions are due to autosomal dominant or recessive mutation. Since the parents of the cases reported in this paper were second cousins, the malformation syn- 
